: CH, male, aged 14 This boy was referred with a view to gastrostomy because of the severe difficulty in swallowing he had experienced during the previous year as a result of repeated blistering in his pharynx due to the severe dystrophic epidermolysis bullosa from which he had suffered from birth.
History: Blisters were noted on the skin at birth, originally diagnosed as pemphigus, but blistering continued and the correct diagnosis was not i arrived at until he was 2 or 3 months old, when his parents were given a hopeless prognosis. Since ' : then blisters have occurred all over the bodyincluding the inside of the mouth, throat, nose, and conjunctivav. Only blisters on the skin surface had shown a tendency to improve. Most affected have been the feet, knees, elbows, hands, wrists, axillk, buttocks, and back of the thighs; the blistering inside the mouth and pharynx had got much worse during the past year, and eventually he was incapable of swallowing any minced food which contained the smallest amount of fibre. The boy owes his life to his mother, who during infancy fed him through a fountain-pen filler, and during the past year has carefully ground up his food to enable him to swallow it. Even so, he is grossly stunted, and when he arrived at Great Ormond Street his weight was less than 3 st. Very marked deformity of his hands began to set in between the age of 4 and 5, when the thin, atrophic skin began to form a continuous sheath, covering the clenched fingers of both hands.
It was decided to try to improve his general condition before attempting gastrostomy, and in view of previous success in suppressing blisters in severe epidermolysis bullosa, he was put on cortisone, 300 mg daily, on September 13 1960 for a week. The dose was gradually reduced during the next two months, since when he has been on a maintenance dose of 25 mg daily. During this time his body weight increased 50%, from just under 3 st to 4 st 7 lb. During the same period he grew 3 in. in height. One of the results of steroid therapy was to decrease the obstruction in his pharynx, so that the lumen, which had previously been as narrow as 1 5 mm, increased in six weeks to over 7 mm. Blistering was virtually completely controlled on this dose, and it was decided to attempt reconstruction of his hands. This has been successfully accomplished by Mr David Matthews, on the right side, and it is hoped to tackle the left hand later in the year.
On admission the skin was blister free. He presented with considerable wasting and dwarfing. The mouth was almost completely denuded of epithelium. Swallowing was painful and difficultalmost impossible. The teeth showed some caries. The upper canines protruded. The bite was considerably restricted and the lower jaw underdeveloped. The skin on the knees, hands, feet and elbows was extremely thin and atrophic, and the deformity mentioned above was present in both hands.
Progress: Dramatic improvement with steroid therapy, appetite increased, and he was able to swallow more easily within a few days of starting treatment. He gained weight rapidly, but as he had a small stomach capacity, he tended to feel over-full after quite a small meal. His condition eventually improved so satisfactorily that there is now no need to consider gastrostomy, and plastic reconstruction of his hands was given first priority.
Comment: The published reports on the treatment of epidermolysis bullosa with steroids are not very encouraging but their value in controlling the blistering in the severest forms of the disease was made evident to me nearly two years ago when I tried them in a really desperate case of the lethal variety of this rare congenital and heritable malady. Although we lost the baby boy we had the satisfaction of suppressing the blistering completely for a time. This experience led me to revise my views on the role of steroids in the treatment of this disorder and since then I have used them routinely in all cases of the dystrophic forms of the disease, and have been successful in controlling the blistering in every case since then. In all patients which show blisters at birth it is important to begin treatment as soon as possible because delay in starting treatment leads to much higher doses being required to control blistering. The maintenance dose is quite small and the patient should be left with a few blisters so that overdosage is avoided. That cortisone and allied compounds are effective should be quite clear from this case where we have not only controlled the blistering but have made it possible for plastic reconstruction of his severely deformed hand to be successfully carried out, and I would like to thank Mr Matthews for his great interest and very skilful management of the difficult surgical problem which this boy presented.
Professor J T Ingram: I have seen this boy once previously and I congratulate Dr Moynahan on the result he has achieved. He was very undernourished and I thought in terms of gastrostomy. I believe that this condition of the hands is due to bandaging. I am interested in the response to steroids, especially of the cesophagus. These problems are rather tragic. I believe that this boy is very intelligent and co-operative. I do not known whether that is common with epidermolysis bullosa, but it is most marked with this patient and is a great help.
Dr C H Whittle: We have seen and shown a boy, now aged 9, with very similar skin changes: this child is also very intelligent and co-operative. He has an excellent mother and I believe he owes his life to her. I am impressed by the effect of the heroic doses that have been mentioned. We thought at the time of trial that steroids were useless for our patient, but we may well have given far too small a dose.
Dr B C Tate: I agree with Dr Whittle. One question is the right dose and how soon one should start giving it. Should we start from birth, as soon as the case is diagnosed, or should we wait to see how a case goes on?
The President: Perhaps with this condition one simply has to make an assessment in each case.
Dr E J Moynahan: From my experience with the series I have treated at the Hospital for Sick Children I would answer emphatically that treatment with steroids cannot be started too soon as the earlier the blistering develops the more severe the condition is likely to be and the more urgent is the need for treatment. The condition behaves rather like a forest fire which can usually be extinguished in its early stages when few trees are alight, but which can destroy the whole forest despite all efforts once it gets a firm hold: the analogy holds for steroids in those diseases which they suppress. The dosage in every case is a matter of trial and error; the aim should be to suppress the blistering and then gradually reduce the dose to acceptable maintenance levels. Of course the dose in some severe cases may be very high and the physician will run into trouble. It is a risk which must be taken if patients are not to die in default of treatment or because treatment was not adequate. The 'lethal' variety is going to be fatal unless something is done and steroids offer us the only hope at present.
Dr J Overton: In 1952 I looked after a 7-week-old boy exhibiting severe manifestations of this disorder. Two brothers were said to have died in the first month of life of the same condition. I put the child on 50 mg cortisone a day with oral Aureomycin initially. Partial control of the lesions was achieved and then oral Aureomycin was replaced by Aureomycin ointment locally. The child died on the forty-seventh day of his cortisone treatment from a fulminating pneumococcal meningitis and early pneumonia, proved post mortem. The onset of the complications, detected only twenty-four hours before death, was insidious and silent, suggesting that this is one of the dangers of relatively high systemic corticosteroid therapy, particularly when given at this age.
Dr D E Sharvill: The question of intelligence is interesting, because these children do get very backward educationally. I recall a boy in his teens who had been diagnosed as suffering from psoriasis, but he had epidermolysis bullosa. He was sent to King's College Hospital, and had bullx right down the cesophagus. It was before cortisone came to be used and he was not treated with it. He is of above average intelligence, but he has missed many years of schooling.
Dr G A Beck: It is perhaps rather difficult to decide so young. I saw one such case that was being transfused at birth and the pxediatrician had great difficulty because everywhere he touched it the skin fell to pieces. He managed to complete the transfusion and keep the child alive for a week or two. She gradually recovered without any steroids at all and is now 2 years of age. The condition was noticed at birth, when extensive port-wine staining was seen to involve both lower legs and buttocks. The left great toe and the 2nd and 3rd digits of the right foot were larger than their fellows on the opposite side. The left foot shows an unusual cleft running from the first interdigital space in a semilunar direction across the sole similar to that seen in some Mongols. Since she was first seen in June 1960 there has been considerable paling and breaking-up of the port-wine stain. Pregnancy was normal. She has one sib (sister aged 41 years) who is well. There is no family history of skin disorder or any other abnormality. The child is beginning to walk and has passed the usual milestones for her age.
Investigations: X-ray shows no deformities of the hip, but gigantism of the phalanges in the affected toes is obvious.
Comment: Hmangiectatic hypertrophy of a limb, usually lower, although uncommon is not as rare as one might imagine. I see a number of cases showing this developmental anomaly each year at the Hospital for Sick Children. Girls are affected more often than boys and the left side seems to be involved more frequently than the right suggesting some mechanical factor in development, analogous with that seen in the pathogenesis of microphthalmia in the chick, where compression of main vessels on one side of the head during development may be responsible. The condition may involve half of the body and give rise to true hemi-hypertrophy: bilateral and contralateral involvement occurs. Gigantism of the whole limb may be produced or the hypertrophy may be confined to part of the extremity, as in the present case, where there is gigantism of the toes.
This anomaly and allied congenital angiomatous conditions leading to increase in size of the affected part are obviously due to developmental anomalies in the whole or part of the vasculature of the region affected. It has been described under various designations by different authors, depend-ing upon which vascular element predominates: for example, congenital phlebectasia (Bockenheimer 1907); angiectasis (Smith 1882) or congenital varicose veins (Petit 1880) . In this country, cases of hypertrophy of the lower limb associated with hzemangiomata were shown by Hawthorne (1902) and Roxburgh (1902) . Parkes Weber (1907) saw a case in which nearly all of the left side was involved but Little had previously reported a similar case involving the right side in 1893. Klippel and Trenaunay's classic paper did not appear until 1900, but the condition had long previously been recognized by Virchow (1855) and Hebra & Kaposi (1876) as elephantiasis telangiectodes and Rokitansky had given a good account of the pathology. The German authors recognized the congenital origin of the malady but regarded it as a new growth and mistook the significance of the connective tissue although they noted that the vascular elements usually predominated.
Many of the milder cases tend to improve as the vascular channels close down with increasing age of the child; more severe cases in which arteriovenous communications are numerous or well established may develop gangrene in the affected limb or cardiac failure associated with the left ventricular hypertrophy which is a consequence of the altered circulatory hydrodynamics so that amputation may be necessary.
Dr J R Simpson: I have seen two children with something like this and showed one here in November 1957. Nobody then suggested this rather delightful name for it, and I labelled it as the arborizing telangiectatic nxvus of Parkes Weber. Am I right in believing it is the same condition? Both my patients had considerable difference in the length and girth of their lower limbs.
Dr E J Moynahan: That is quite right. The names given to this condition are rather confusing. Klippel is a German name, but he was French; Weber is British; 
